which can be excluded on the basis of additional skin or limb abnormalities, such as in Roberts's pseudothalidomide syndrome or incontinentia pigmenti. The normal karyotype in our cases excluded chromosomal abnormalities and there was no evidence of a congenital rubella embryopathy.
When hypogonadism occurs in addition to microcephaly, mental retardation, and cataracts, only a small number of syndromes needs to be considered in the differential diagnosis. One is Smith-LemliOpitz syndrome,5 but cataracts in that syndrome are rare and, looking at table 2, there are more differences than similarities. The Case report A 14 year old boy (GLA7773) was referred for orthopaedic assessment as he had developed a round back deformity. The deformity was first noticed at the age of 13 and had been progressive. His father had been particularly concerned as both he and his own father had been similarly affected.
On examination, the boy was 170 cm tall, with a span of 170 cm and, in addition to a round back deformity, had a mild scoliosis to the left (fig 1) Correction of the kyphosis was attempted using a Milwaukee brace.
In the family history his father had developed a round back deformity which had been static for 15 years despite no active treatment, and examination showed a similar but more severe deformity (fig 1) Because of the absence of a clear diagnosis in this baby, the parents requested that their third pregnancy be monitored by ultrasonography. At 18 weeks a section through the fetal abdomen showed a markedly distended bladder with ascites and oligohydramnios (fig 1) . Termination of pregnancy was requested. The male fetus was noted to have a grossly distended abdomen with no other obvious external anomalies. At necropsy the small and large bowel were malrotated with the caecum and appendix in the right hypochondrium. The colon was very narrow in diameter (fig 2) with a patent lumen. Small strands of mesentery were wound around the caecum, appendix, and duodenum. The liver and gallbladder were normal and the presence of gross ascites was confirmed. Both kidneys were small and dysplastic. The ureters were mildly dilated at their distal ends and the bladder was grossly distended (fig 3) . Normal male genitalia were present. 
kyphosis.
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